were separated by thin-layer chromatography on cellulose acetate plates using butanol-acetoneacetic acid and water as the solvent system in the ratio of 7:7:2:4. V/V The amino acids were visualized by heating the plate at 75 ~ C for 3 min.
after staining with ninhydrin. Whenever an abnormal amino acid profile was encountered, the concentrations of the individual amino acids were estimated by separation with a reverse-phase high-performance liquid chromatography (HPLC) using a C18 column after pre-column derivatization with o-phthaldialdehyde (4).
RESULTS
Four cases of classical maple syrup urine disease were detected among the 1750 children investigated.
Case 1
A six-day old female child of second degree consarJguineous parents presented with complaints of poor feeding, vomiting and lethargy.
The baby had been delivered normally and was feeding well till she was five days old when she was noticed to gradually become inactive and refused to suck at the breast. On examination she was lethargic, hypertonic, rigid with severe The other plasma and urine amino acids, arginine, glutamate, lysine, methionine, ornithine, phenylalanine, tyrosine and taurine were within normal limits in all four MSUD cases. Doses employed have ranged from 10-300 mg/day.
All thiamine responsive patients have had residual branched-chain ketoacid dehydrogenase activity.
The outcome of optimal treatment before damaging ketoacidotic episodes can be normal brain development. However it has been observed that patients in whom treatment is initiated after 10 days of age rarely achieve normal intellect.
Most cases of MSUD presenting in the neonatal period are lethal if specific therapy is not iniated immediately. Two of our four cases died even before treatment could be started. Specific diagnosis even in an infant whom death is inevitable is of great importance for genetic counseling of the family. Therefore every effort should be made to determine the diagnosis while the infant is alive.
